Orofaciodigital syndrome is a very rare entity with Xlinked dominant inheritance characterized by oral, facial, and digital anomalies. Thirteen different types have been described in the literature to date. Of these, orofaciodigital syndrome type I has the highest incidence. Renal and central nervous system malformations may accompany the oral, facial, and digital anomalies. We report a case of orofaciodigital syndrome type I in a 9-year-old girl. The patient was admitted with a complaint unrelated to the syndrome. The coexistence of an oral anomaly with a digital anomaly in this patient led us to search for other possible anomalies. Ultrasonography revealed a diagnosis of polycystic kidneys. Physicians must be mindful of the external appearance of patients with this syndrome and be aware of life-threatening anomalies possibly associated with it.
Introductıon
Orofaciodigital (OFD) syndrome results from the pleiotropic effect of morphogenetic impairment affecting the mouth, face, and digits. 1 To date, 13 types have been described in the literature. Typing is based on the involvement of various systems in addition to the mouth, face, and digits. OFD syndrome type I is also known as Papillon-Leage and Psaume syndrome (OMIM 311200). It is transmitted as an X-linked dominant trait 2 and has the highest incidence among the types. 3 Many features of this type may overlap with the clinical manifestations of the others, but the presence of polycystic kidneys is not seen in the other forms. We report a case of OFD syndrome type I to highlight the general features of this extremely rare syndrome.
Case report
A 9-year-old girl from a rural area was admitted to our outpatient clinic with the complaint of a sore throat. On clinical examination, a cleft in her tongue was seen (figure 1). It was also noted that she had short and enlarged hands, and that her left third finger was shorter than the right one (figure 2). Because these features suggested that the patient had OFD syndrome, a detailed exploration was done to identify other possible anomalies. The rest of her outward appearance, other than her tongue and hands, was normal.
Otorhinolaryngologic and opthalmologic examinations revealed no abnormalities. However, bilateral polycystic kidneys were diagnosed during whole-abdomen ultrasonography; this condition was asymptomatic. Electrocardiography and echocardiography were performed to detect any cardiovascular anomalies, and cranial magnetic resonance imaging was performed to detect central nervous system abnormalities. Both systems were found to be normal. Hematologic and biochemical parameters also were within normal limits.
Based on all these findings, and due to the presence of polycystic kidneys, a diagnosis of OFD syndrome type I was made. The patient was referred to the pediatric nephrology clinic for further treatment and prevention of renal disorders.
Discussion
OFD syndrome type I was first described by Papillon-Leage and Psaume in 1954. 4 It is transmitted as an Xlinked dominant trait. 2 It has an estimated incidence of 1 per 50,000 to 250,000 live births. 3 There is a wide range of presentations in patients with this syndrome. A high degree of phenotypic variability may be seen, even within the same family, because of different degrees of somatic mosaicism. 1 Clefting of the tongue, palate, and upper lip is the most commonly seen orofacial anomaly. Other orofacial anomalies include hamartoma of the tongue, hyperplastic oral frenulum, abnormal dentition, facial asymmetry, hypertelorism, micrognathia, frontal bossing, broadened nasal ridge, and hypoplasia of malar bones. In conclusion, the coexistence of orofacial and digital anomalies in a child must alert the physician to the possibility of OFD syndrome so that any associated systemic anomalies may be diagnosed.
Regarding the digital anomalies of OFD syndrome, the hands are more commonly affected than the feet. Anomalies of the digits include brachydactyly, syndactyly, short and enlarged metacarpal bones, clinodactyly, and unilateral duplication of the hallux. 5, 6 Polycystic kidney disease is associated only with OFD syndrome type I. 1, 7, 8 This is important to note in differentiating between the various types. A wide variety of central nervous system anomalies may be seen in patients with OFD syndrome. Agenesis of the corpus callosum, abnormal gyrations of the brain, porencephaly, cerebellar disorders, multiple cysts, microcephaly, and mental retardation may be seen. 7, 9, 10 Clinical manifestations of all 13 types of OFD syndrome are similiar, but type I may be distinguished by the presence of polycystic kidneys and X-linked dominant inheritance with a male lethality.
In the present case, the patient was admitted with a complaint unrelated to the syndrome. She had no complaints or disorders related to her cleft tongue and palate at presentation. We suspected OFD syndrome when we observed the hand malformation-short and enlarged metacarpal bones bilaterally and brachydactyly in her left third finger-in addition to the oral anomaly.
Because of the presence of the oral and digital anomalies, complete otorhinolaryngologic, ophthalmologic, cardiovascular, central nervous system, whole-abdomen, and pelvic examinations were performed in order to identify any other associated anomalies. The patient's bilateral polycystic kidneys were diagnosed by ultrasonogrphy, and she was referred to pediatric nephrology for further care. As a result, precautions against the development of severe renal disease could be taken. Figure 2 . The patient has short and enlarged hands. The left third finger is equal in length with the second and fourth fingers of the same hand, and shorter than the right third finger.
